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FA)ATRERBHELREGCRERL M (ADRP)D
H3BNCO P T BEFOEEFBEZNLTUVSH,
KOETOH/E DLV, EL ZEVIZERBFRL ADRP
Nflon F 7L BEFD, TTIZEEAREEATL
% 11 A FROEEERAIIZ 2L T PCR (polymerase chain
reaction) ;& & FIFRBEA AW TRITL 1245, @FEFAE &
EREROLS 1, £ 12, EWVIZERBF Y ADRP 38
B, BREFLHERRERE M (ARRP) 23 flooo F 7
BIGF D 269,5145, 5321 BEEX D DNA ZRIDFE
%, EWE 67 Flnen & LEBARET L 1= BRI, REES

JF\‘]

JUEBE OB TSENBEICAEEEZ IR LT,
A 269G @ $8 BE 1352%, G 5145 A (1 36%, C 5321 A |E
5% T, HI—ENHEEIEIT A ) HD$NIZEELTE S,
BEIIEL, DNAZBROEEIZELAH D Z A bh-
1. ¥, AIZEOZRIEHEIWICHER EE A bht:,
(BERLEE 99 : 1151—1157, 1995)
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Abstract

We analyzed 11 sites of the rhodopsin gene using
polymerase chain reaction (PCR) amplification and
restriction endonucleases in 30 unrelated Japanese
patients with autosomal dominant retinitis pig-
mentosa (ADRP). No point mutation was found in
any patient. The frequencies of the single nucleotide
(nt) substitution at nt 269, nt 5145 and nt 5321 were
examined in three groups, 38 unrelated patients
with ADRP, 23 patients with autosomal recessive
retinitis pigmentosa (ARRP), and 67 normal con-
trols. There was no significant difference in the

frequencies of substitution among these three
groups. The frequencies of A269G, G5145A, and
C5321A were 52%, 36%, and 5%, respectively. These
values were different from those of the American
population. The polymorphisms, A269G and G5145A,
are useful as DNA makers for linkage analysis. (J
Jpn Ophthalmol Soe 99 : 1151—1157, 1995)
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I &

4 Je 8 2245 1 (retinitis pigmentosa @ LU F, RP) 12 B
KEEEB L URMSEICB T ARHOFEERERE L TKE
A b &S, ZORKEOMRHE, HREOMIE £
NTWw3 EEHNEEELE L, BEEAIEROKS
P, EiRagEd X RaEEObOBH D, S 51, —
SOBEHEROPIC bEL OBREFOERICELS DN
HbHIEPHIGNTWS,

1989 ST A v T > F D 7 — 7 H3H de i AR 3 1 i
J 5 % % % (autosomal dominant retinitis pig-
mentosa : LA, ADRP) D KFERO#EESHTI2 LD, 3
BpakRRcHd s ~—H—C170 L ADRP 2588 L T
WAHEIERREILL.CLT BRI EE N, KRB CE
EhEEEHOIEY N7 TH BT F Ty VRIETFORE
LR e 6, ADRP BT 30 K 7y v iEfETH
EHE N, 0 F 7y il T i, 3T 1984 4= Nath-
ans 5N k- T Z OFIEF|HEH & i & h, 1990
F Dryja 599Nz k> T ADRP 8B40 F 7y ViBIE
F-O IR ERRE S iz, BifE £ T ADRP &«
BOLTH0HEIC Ry F 7y VillfEFOEERERD
ZniFEREOKENREEERTBY, 7AV A TIEED
ZROKEHH 2 K> 23 0ERTIRHS DD, ADRP
D 25~30% icu F 7y Y BEFOEEBRHIATY
29 HHBETIISD L I ARE2B L R0, HL
W EZE, T BE O 12 1E single strand conforma-
tion polymorphism (LA F,SSCP)#E#HwTBH, I
BEECEF S FETH LD, TORBBILTLLE
{RBVELDRTWSEY, 22T, SREELIFZAXAD
ADRP HR0Du F 7Y VBEFIZO2VT, T TICHES
NTWEERDS b, HIRBEETHATESHDIIDWL

i

HER£EE 99% 105

— 4,82 I1Z ADRP O F 7y VBT ORKERD
BEE{T-o T EFE T, Sung 5993#E L DNA %
B3 5,209 %L 5145 FHED S ROBEENH L, 7
AVHTHESNTWLIHEEIV P RVFEVILZR
WL AT, 25D DNASROEEOFW I &
DR HE D ADRP (12 A 5, B & S O BEE
DH MR, H2VIZHEASESEHE K >HH
TAFEE L2500 %254%HWT, ADRP BH O,
Y {0 (R 4 M 8 R (A 3 4t (autosomal  recessive
retinitis pigmentosa : BLLF, ARRP) B, B L U HAEA
EEZEZOWTHERF L., TAVAZE L
5321 BIEEOLT iz oW T HABOBRN 21772, &
51z,G 2557 A, G 4142 A %R b infrequent £FE 3
TWwa 5, AR B35 ARRP BE 23 Hlic 2w Tl
Rz e 2B, B OEMIE T T C2557,G4142 TH-
7: 2 Lo, SR SR, S L 72 (Sung 613 2557
FBHEOHEARMAEGE LTV A2N,KTL2ORF T
Nathans® 2 [@ U { C2557 TH-o7z).

II WRBLVHE

1, ZROFRORE

Huw iz SEFEG e HA< A ADRP £330 #1( 1 5% 1 41)
M L7 ADRP TH CUHEsS L TWwEsu F 7y >
BETFRED D b, HIEEER CHREEATHE RS0 2 EIN L
7o (F 1) . RERBM 2 &t DNA KK 2R+ 2 BN
T7 7 4 v—%&H L, polymerase chain reaction (X
T,PCR)“ETDNAMF 2BL T, 1l kanTthT
NOHIBERTHER, 2% THAo—AF NV ECHELT
TFYvLATOv, FRERIVBEEL. SEHFAL
o HIRBER TRERSEAT 5 LRI R THE
L, FEMOAHELEINS, £/, HT 2 HEBEEORE

T, ZOEROGHEEBA L7, HOFRIC OV T, M 7% DNA ladder & 3 TiziHik
&1 ZEROBEEABRIT L0 F T CRIEFORERT & HIRREFR
e Hwik774<— . | " ZRNMRETESL FHIERERCLS
F2I (FF%: Sense T E¢ : Anti-sense) kil ZEROMS it HIREEH e
1 5-AGCTCAGGCCTTCGCAGCAT-Y 89 GGT=» GATHN Eco T141 Hk
5-GAGGGCTTTGGATAACATTG-¥ 106 GGG— TGG™ Apal FEE S
110 TGC— TAC® Fok 1 H%
3 5-GGCTGTTCCCAAGTCCCTCAC-% 178 TAC— TGCW=™ Afal lErS
5-CAGGAGCCGCAGATGCATGCT-¥ 181 GAG— AAG™ Aval HERS
182 GGC— AGC* Haelll HE
190 GAC— AAC*™Y Tag 1 HE
4 5-GACCCGGGTCCCGTGTCCTGC-% 267 CCC— CTg™ Ban 1 %k
5-GGCCCTCCCACCCGCAGTAGG-¥

5 5-CGTGAGGGGCAGAAGCAGGC-¥ 344 CAG— TAGWzs2 Muva 1 FERS
5-GTGACTTCGTTCATTCTGCA-3 345 GTG— ATGY™ Muya 1 %k
347 CCG— TCG* Msp 1 HE
— CTG;)14)27328)301~361 MSﬁ 1 ?ﬁ%
— CGG™ Msp 1 bEES

AR TIHAEShEWER ] TOFIAXERE, RECD~N)ICE LHTRLE,



SERE 7T HE10H10H R

DIFERE X

¥
lee

2. DNA ZR0EEDEEHR

vz #EBSfR % ADRP 38 #4l, ARRP 23 5], IE% H&
ANOTHI(ZFNEZNIRR 1N ICOWTHI L 72 51T 2
A THREL 72& X ADRP, GafH 2 Wz HEFETHTHE
BOMBEREIETCHHHIZ ARRP £ 2 /-, u F 7y 38
EFO@ 7Y 1 O5HIFE2— FH#HEKO 269 HiEE
DADPSEGADIEREMO@FE 44> hodom 5145
EREOGCH»S ANDOHEEBR A =2V > 5034
1F J— FHEELD 5321 FEHEHD CHh o A ~DIEE{E A,
D3ID2ODNAZHIZO>WT, FERE 25t DNA
Wh*EET 28T o4 ~v~—%28K L, PCRET
DNAMW F 2#HELEZ.QzonT li, T4~403 HHE &
(330 H F)DO DNAKB F © 8 i 1, 5'-
TAGGCCCTCAGTTTCTGCAG-: AC-
TGCCATGGCTCAGCCAGG-3D 75 4 =—#%,@,3
22w T i, 5061~5389 F 15 K (329 HEF %)) @ I)]\-’L\Wi

LT3 DNA B R % ic vy THERRESE L

3 & 5'-

#4 i 12, 5-CGTGAGGGGCAGAAGCAGGC-3
n(ThMﬂlLGTHAiTLM&Af@v&v{v—@
O DMFEIC I

HHL-EEEROGEOERIZ

369
246

123

F1

bp

2
G o AOBEEERSEET
XD ROEDOIREL 5 5,

e G e e gae ) o

Sacll jE{EIZL % A 269
A»o GADOHEEBPUC L - T Sacll OFEBEAIEET 57- 0, B4R (3¢
b hiEHEbaNn, 196 & 134 EEFDONNY F RS,

EMoo P 7y ilET .

iy

——

% & Hinfl OFEIREBAL 2 v, F4:2

&t 1153

Sacll, @ O#EEIT X Hinfl,® OMFICIX Fokl T#h
FhELE, 2% 7H0—AFX NV FER LT F Yo A
TovA FREIZIVEELZ. O T,ADS GAD
BREEBRICL ST Sacll CREBE 20T, HFERIZZ
DFFERVEREHES DNIEIEIELENE.@ T, G,
5 ANDEEEMBIGEET S & Hinfl DFHA%5 0
T, AR TEHE L hWiEERES DTS e w,
Thxbb, BAER T 145, HEE SIS H T 230 HHHEN
DRy FPPRHZEDOEEIZZZ,Q TIHCHrS A~DIE

BESTFIET 2 & Fokl D= K> -0, FLE T
mﬁ{t Sh s BEEERLNITHEHIEES AL, Z0HBE,
BRI T 248 iaL-Ji-im‘a)n YIFBELBZDICHL, HE
B H D L 278 M DN R85, # Ok b
I 4p 30 E T H % 2%, BRIKE ¥ — > TOHFZ+
STAJRECTH - 7.

T

1, ZENOEHEOBRR
”—’*IEW) 11 @ a3 P OFEROFMOMETIL,
Eir@Ebihrol (HREd),

S

Bz

> G ZRDKEN NS —
30 MBI IZ 2D F £E D, HEHE

Hinfl1BH{EIZL % G5145 — A ZRIDXEH/ N5 — >,

I3 145, HEEHRH & L iF 230 HEHE
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bp

369
246

123

3 FokliH{blz& % C5321

Cihs A /\UJf&'u)lfLthmﬁaﬁ‘T{”; %k Fokl U‘);puuﬂﬁk

|H}ﬁﬁl&f3oi313#;.15;;;”0’3"/ hﬁ\5k7 iﬂ,’ﬁf’]’ﬂl’

y — T OHANFHSFARETH o 7z,

2. DNA Z2EIDBEE DR

Sacll, Hinf1, Fokl # L F N OiELIC & 2 kE) /¥ 7 —

O—EH1~3 R L. H2~4 CHBE/{ELE
TR LT 260 FIEED A 25 G ~DHEEEFLOMH
i3, ADRP 46.2%,ARRP 58.7%,EH##& 53.0% T,
ADRP & ARRP, EE&#OHB TOZMOBEZEITVWITH
LN EEERED o, B, DNA Z X0
Fedg @R T{T - 7z direct sequence DFEHRE ST Z
O TOHR L, HIREERIC L AR LB L 12,5145
FHEED G o A OHREROSFE L, ADRP 29.7%,
ARRP 36.4%,1EH #40.2% T, Z Z T % ADRP-
ARRP [, ADRP, ARRP &+ EEHMIZEVWINHER
EIXED B NG ol 5321 FIEE N T, ADRP
ARRP, EEEZEOWTHIEL ADTERRL,CHS A
~DOHEBEROHEE 12, ADRP 2.9%, ARRP 4.6%, IE
HE6.6% T, ChLoDEERAEVICHITFN S ARE

BEHesZhoT, J-/LJ- FE2 3D DNA %8 DOFEE
ix, ADRP, ARRP [, IEH & M CHEHFEc B EZE 338
7, 1t.*f-'xﬁu')f¥¢i:iﬁa5t?“4ﬁfpfﬁu—) TWwaERWVEZEDS
e, R B A B4R KT, FER/FREAT

%2 Sacll H{biZd3 A 269 >GLZEDOHE

ADRP ARRP % %

e (%) B Bz -

A/A 10 (25.6) 3 (13.0) 11 (16.4) 24
A/G 22 (56.4) 13 (56.6) 41 (61.2) 76
G/G 7 (18.0) 7 (30.4) 15 (22.4) 29
&t 39(100.0) 23(100.0) 67(100.0) 129
G DR 46.2% 58.7% 53.0% 51.9%

I.]Hﬁl wc. 99‘?_.5‘ l()%;l'

278

=248

- A ZRIOKEN/NF — 2,
Vi E e, BPAER T UL 248 HEFERN A U B ook LiEEE
SEA - ORIRE I 30 HHEN T H S48, BRIKE)AN

%3 HinflH{EIZL % G5145 2B NOYIE

ADRP ARRP 5

(%) B B i

G/G 18 (48.7) 7 (31.8) 24 (36.4) 19
G/A 16 (43.2) 14 (63.6) 31 (47.0) 61
A/A 5 8.1 1 (4.6) 11 (16.7) 15
B 37(100.0) 22(100.0) 66(100.0) 125
- A DFLE 29.7% 36.4% 40.2% 36.4%

ap o888 ol N8 - |

| NS
KE o ADRP B &k UIEH #’ﬂ:[ﬂ infrequent
(Sung C-H et al. 1991)

=4 FokljH{bizk 3 C5321 —~ AZBINYIE

| Ns | Ns |
| NS |
kE@ ADRP £ L CIE# FHEM © 14%
(Sung C-H et al. 1991)
ADRP : et (R B e R 2t
ARRP : i fofh e A

ADRP ARRP IEH
BEM (%) BSE B .
e 33 (94.3) 20 (90.9) 53 (86.9) 106
G/A 2 (5.7) 2 (9.1 8 (13.1) 12
A/A 0 (0.0) 0 (0.0 0 (0.0) 0
gt 35(100.0) 22(100.0) 61(100.0) 118
CAOEE  2.9% 4.6% 6.6%  5.1%
| NS || NS |
| NS |

¥E o ADRP 8 X CFIEEHEM © 13%
(Sung C-H et al. 1991)

0, 2 RA K £ O R E{E TR 1, Hardy-Weinberg O ¥
R 50 Fh 2R T, HEOBREFRAORD LY
shhot:, LizdioT, Zho &bl HEALE
FLTOSREET L, A29G i3 52%, G 5145 A X 36%,

C5321A1RS5% b, 7A) A TOHEEYD 14%, in-

frequent, 13% & M@ L 72 #5E, 269 & 5145 BFIEN T
OHEEIRT AV D OFN LD EL,5H32] FEEN T
WCEWERELRR LT,



TRk 7THE10H10H

IV # %

Dryja®, Berson™ic X 1L iX, 7 2 U # @ ADRP ®
256~30% o F 7y VBEFOEREBHON, TORE
DEMEIEBEABETZ LW FBrcBLTRSDO L
Z %,Pro-347-Leu(CCG — CTG) ¥~'9, Thr-17-Met
(ACG — ATG) ', Glu-181-Lys (GAG — AAG)2®D 3
FROMEVBH LD, 7 AV ATHWEIND I F 23
DERCODVTIREL OFITHR SN TWER, ZERIT
RHE Tk, SSCP #ix, T OMiES &, Migs
7: DNAWF OEEICOWTERERBTEZZ L H 5
E<HOLGRTW L, MHEZLTLLE L R, —
H, FREREEZ AW HAERBEFO T —H Lo
TERVH, TOREEIFEHEICE LW IFIERH 5,
SEEKTHRED H - HOLIC DOV TRET L 248, R
F12bRONSRMoIENS, RIRD HAAER
WZBIFA2RPDOO R 7Y Y BERETFEEE7 AV A LR
BLEZTNEEEBLZWIENEIONS,

O R 7y il fsF O DNA %8 08 12 DV T Sung
SWDT AN A TOHRENDH S, T X B E,269 FE
EWNTOEROBEEIZT A ) H THO ADRP B & VIEH
FECHUB THEZ oo, BRAD 52% I HEEET
H5,5145 BIEENTOD7 A1) 4 ANADRP B L U'TEH
HEOLZROEE IHBELRFE T REATRL R LY
infrequent TH 2 EMEENTWBEDT, HEAD 36%
BEEETHE L 1Z 3,532 FEENTOSE L7 X
DATOADRP BLUEHETIZ13% THY, HEA
TIRHEIC5% LEL, NS DEROEER7 AV A A
DENERELSBERZZ b ol. &2, HEARP
IZ 269, 5145 FFWIHA TOHRINZ W Eh o, BEND
ZREQ/NEA» S FEL, T A LAl HEM: £ /1
FEL 7%, ARRP @ 269 FHEIN T O % T 3 mHE T2
bolbOD, EXEEME O LERZRAD
BT, ChIZBEFEO DD TR L L, HRALENE
HECRHOLOTHEZ b, 20s 3D
DNAZRIOEEN T AV ADFNRERELER->TY
I ANEECLZHRE H50iEdrE ) BuRFEHO
HARBRFEOINICECABESR LD ELED
NB0, 50k 2 5AMEE, tREOFEER L L,
ZHLLEDOHEIRTE W,

ZIEFIZBIT S RP OBEFEEICOWTOEREIZ
RECEE SN, T LUGBETORY LER L OB
EHHLLCENTW LEDLbAEB, ANET L, b2
WITHIER T, E e, MR W ZIERR S L IGRETRE
BREZIELELON, TOMHOIEERFATH S,
T TIZ—&d ADRP T 6 FF: kD peripherin/
RDS BETFOERII|EDOSh, £/, 11 FREAMEIC
% ROM-1 BT+ DREN—ED ADRPicA5H 3
Ew 3 = pf, b F v R Fa— ¥ (transdu-

MMEaFREED o B 7y VBET - Rt 1155

cin)**, 5k A 7k ¥ £ X ¥ 7 —¥ (phosphodiesther-
ase) 2% retinol binding protein (RBP)??, S HJ522,
MEKA®*97% EONFBEEcEb ey v 28
» RP ORHOFEMBET L LTEHEATWS, L
LBEFEDLEZABRPZBWTRu F 7Y v BETFEE
DIMEDBHRLH L, HLDRREO>VTE RIS S
REBEFTHEIEICERRIBEVWIESES, 250
RPOu F 7y Y BETFORRCHD,SEMD E:
2O0RFEOLROAMBILUTO2 DOETEELH
A%, 120%,SSCP #:dH % i denaturing gradient gel
electrophoresis(DGGE) :Tw F 7y VG FOER %
WET 258, 771 v~ —OBFHCBROBT OB, =
NoDERPHHICERBENDIASIEHTHS. 5512
i3, 55 PROBEDHIVIFERICOVLT, EEB0 F 7
YOBETFEEHEL TV EILEFAB LI CHEREY—
A—ERDBRLHATH 5 #HHMNITIET KRR OB
BEER , FECEahrhrEHEEEZ oh s, 55
RPEEX*FRAZ L, D2VIERBELOEBE Lica F 7
v BETOBEN 217> T L Bz, SEOBNIC &
LH5RP B2 0 F 7y iBETO 269, 5415 FHigHwt
D DNA ZRHSEEMICER EFEZ 5,
KHRXEEO—TIL, 7 B HERRRIESRETHEL
i

EEFEE, O ARV R GREE S C 05807166) &, &
A B I B RAG I M E R AT 7R 3 (B © AL
) OMEEOEI 22T,

X @
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